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CAYUAHM MO3AHEN AVMATHOCTHUKU MYKOBUCIIMAO3A

'Hay4HO-KOHCYABTATUBHBIN OTAeA MyKoBUCIIHA03a DIBY «MeAUKOo-reHeTHYeCKUN HayuHbIi 1eHTp» PAMH,
2I'BY3 1. MOCKBEI «A\eTCKast TOPOACKask KAMHUYecKast 6oabHuna Ne 13 um. H.D. durarosa»
A3M otperenune mykoBuciuposa KAL, Mocksa

MyxkoBucniumos (MB), mam KucTosHbIT (pudépos —
HauboJiee YaCTO BCTpedalollleecs HacJieACTBeHHoe 3a00-
nesauue (1:2500—-3000 HOBOPOKAEHHBIX), PE3KO COKpa-
11aroIee TPOAOIKUTENIFHOCTh U KAUECTBO KU3HU AU~
eHTOB 0e3 afekBaTHOrO JeueHus [ 1]. CoBepiieHCTBOBaHYE
Jeue0HO-peaduINTAIMOHHBIX PEIKUMOB, PAHHAS JUATHO-
CTHKA, BBeJEeHUEe BO MHOTMX CTPAHAX CKPUHUHIA HOBO-
POKIEHHBIX CIIOCOOCTBOBAJIM TOMY, UTO 3a IIOCJEIHUE
30—-40 mer MB u3s (paTanbHOI IATOJOTUU AETCKOT'O BO3-
pacta TpaHCHOPMUPOBAJICA B XPOHUUYECKYIO 00JE€3HB
B3pOCJIBIX [2].

3HAUUTEJBHBINA BKJAJ B BO3MOYKHOCTDH YJIYUIIEHWUS
IUarHOCTUKY U, KaK CJIeJCTBUE, HaUYaja JIEUeHUI U IIPO-
THO3a [AJid manueHToB ¢ MB npuHaaIe:XuT BHEIPEHUIO B
P® rocynapcTBeHHOH IIporpaMMbl HEOHATAJIbHOTO CKPU-
HUHTa, KoTopas HadaJyiack ¢ 2006 r. B psie pernoHoB, a C
nepBoro saBapa 2007 r. — Bo Bcex cy0beKTax P®D B pam-
Kax HanmoHaJbHOM IPOrpaMMBbI « 3I0POBHE» .

Tem He MeHee, HECMOTPA HA CYIIECTBEHHBIE TOCTH-
JKeHUA B uarHocTuke u repanuu MB, koropasa B PD mipo-
BOAUTCA Ha COIOCTaBUMOM ¢ EBponeilickuM ypoBHE, CBOe-
BpeMeHHasA JUAarHOCTHKA 3a00JIeBaHUSA OCTAETCA BAKHON
mpobseMoii, He IO KOHIIa IpOopaboOTaHHON M He Bcerga
3¢h(HEKTUBHON B CBAZU C KINHUUYECKUM IOJIUMOPGUZMOM
KJINHUYECKON KapTUHBI 3a00JieBaHUS U OOJBIIUM pas-
Hoobpasuem myrtaruit CFTR B Poccuiickoit @emepariun.

Huwuske npuBoguM npuMep no3gueit nuarsocturu MB.

PeGenox C.B., neBouka, 24.07.2000 r. p., mpu o6pa-
meauu B MockoBckuii meaTp MB peGenky 6b110 13 ser.

W3 amamuesa: pebernok ot II GepemeHHOCTHM, ITPOTE-
KaBIe#d C yrpo30i MpephIBaHWsA, I CPOYHBIX ONEPaTUB-
HBIX pofoB. Bec ipu poskaenun 2900 r, nuua 50 cm. Ha

Konmaxmnas ungopmayusn:

B craTbe mpuBOIMTCA ONMCAHWE KINHUYECKOTO HAOIIOMEHUS MO3THEH TUATHOCTHKHM MYKOBMCIIH-
mo3a (MB) y meBouxku 13 jer, poauBuIeiica A0 BHeIPEHUA B MPAKTUKY HEOHATAJIHHOTO CKPHMHUHIA
Ha MB. ¥ nmanueHTKH ObLIM THIHYHBbIE KJIMHUYEeCKHe NposBiaeHuss MB ¢ mepBrIx MecsieB SKU3HU.
AK1eHTHpYyeTCS BHUMAaHNEe HA He00X0AUMOCTh HCKIoueHnsa MB npu Haauuum nupposa medyeHu.

Knrouesvie cnosa: myrxosucyudos, demu, no3onsas 0uazHocmuKa, yuppo3 neieHu.

Case study of the late diagnosed cystic fibrosis (CF) in 13 years old girl, born before the introduc-
tion of the neonatal screening to wide practice, is presented in the article. The patient had typical
clinical signs of CF from the first months of life. Particular attention is paid to the necessity of the
CF exclusion in patients with hepatic cirrhosis.

Key words: cystic fibrosis, children, late diagnosis, hepatic cirrhosis.

rPyAHOM BCKapMJMBaHWM Haxogmaach a0 11 mecsiies.
"3 nepenecenubix 3aboseBanuii: Berpsinas ocma. C posx-
IeHNs MaMa cTaja o0palaTh BHUMAaHNe Ha yBeJIUUeHNe
KMBOTA Y IeBOYKU, MHOTIA JKUPHBIH cTyJ1, uactbie OPBU,
B T.4. B BUJIe OOCTPYKTUBHLIX OPOHXUTOB. ¥ BeJIMUCHHBIN
B 00'b€Me JKUBOT MEeJUATPOM TPAKTOBAJICA KAK IIPOSBJIE-
HHUe paxmuTa, IO MOBOAY 4Yero ObLIO Ha3HAUEHO JIeUeHUe
puTamuuoM D. Takixe Ha IePBOM I'OAY KU3HU Y JEBOUKK
OTMEYaJIOCh BBIMAJEHNE IPIMON KUIIIKM, IO IIOBOAY Yero
KOHCYJIBTUPOBAHA XUPYPIoOM, U OBLIO JAHO 3aKJIOUEHNUE,
UTO JAaHHOE COCTOAHNE ABJSAETCS NOIMYCTUMBIM U He HY K-
[IaeTcs B KOPPEKINU U JaJibHeiemM o0cIef0BaHNN.

B Bospacre 7 jleT BO BpeMs OTABIXa B CAHATOPUU
r. KuciaoBoacka meauaTp oOpaTuJ BHUMAaHHWE Ha BbIpa-
JKeHHBIN IepruOpOUTANBHBIN [[UAHO3, 3HAUNTEJILHOE YBe-
JudeHre B o0beMe JKuUBOTa, remaroMmerannio. B Mockse
(30.10.07) pebeHOK rOCTIUTAJIN3UPOBAH B IETCKYIO TOPOA-
CKyI0 OOJBHUIy B OTHAeJIeHHe TacTposHTepoJoruu. Ilpu
o0cefOBaHNN: 3HAUUTENLHOE IIOBBLIMICHNE (PePMEHTOB
IeYeH!, TelaTOCIIEHOMEeTaJInua ¢ TUPPY3HEIMU U3MeHe-
HUAMU IapeHXWMbl, MPU3HAKU IIUPPOTHUUECKONM TpPaHC-
(opManuy meUYeHr, BApUKO3HOE PACIINpPEeHNe BeH IUIIe-
Boja. B pesysbraTe HmpPOBENEHHOTO OOCJIETOBAHUS OBLI
BBICTABJICH QUATHO3: IIUPPO3 MeUeHU ¢ MPU3HAKAMU II0P-
TaJbHON T'MIEPTEH3UM, XO0JIeCTa3. B jleueHnr HasHAUEH
ypcodaabk B no3e 250 MI' B CyTKH.

B despase 2008 r. (7 ser) pebeHOK TOCIUTAIA3UPO-
BaH B OT[eJIeHIE BOCCTAHOBUTEJILHOIO JIEUEHUS JEeTeil C
60JIe3HAMHN OPTaHOB IMUIEBAPUTEJILHON CUCTEMBI OJHOTO
13 MOCKOBCKUX I[€HTPOB IJis 00CJIeIOBAHUS, YTOUHEHUS
IMAar€o3a 1 OIpee/IeHns TAKTUKY BefeHusa. Ilpu mocTy-
IJIEHUY COCTOSHUE TSKeJIoe IO 3a00JIeBaHUI0, CTaOUIb-
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